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BBepeHune

uHapoM OMaHyas1b (Emanuel syndrome; OMIM

609029) — xpomocoMHOe 3a00JieBaHKEe, 00YCI0B-

JIEHHOE COYeTaHUEM YaCTUYHOM TPUCOMUH T10 TUC-
TaJbHOM YaCTU AJMHHOIO ILIeYya XpPOMOCOMBI 11 1 va-
CTUYHOM TPHUCOMHUM IO OKOJOLEHTPOMEPHOM 00J1aCTH
xpomMocoMmbl 22. [1puynHoii 3a001eBaHUs SIBJISIETCSI MEii-
oThuecKasi cerperauus 3:1 poaUTeIbCKOM TPaHCIOKALUK
t(11;22)(q23;q11.2)[t(11;22)] c 0bpa3oBaHUEM CBEPXUHC-
JIEHHOI XPOMOCOMBI, IIPOU3BOAHOM XpOMOCOMBI 22. JlaH-
Hasl TPaHCJIOKALIMS — camasi 4yacTasi HepoOepTCOHOBCKast
peKyppeHTHasl (T.€. UMeIoLIasi OMHU 1 Te Xe TOUKH pa3phl-
BOB) peLIMIIPOKHAs TpaHCIOKaLus y yeaoBeka. Hocure-
JIA TPaHCJIOKALIMK, KAK U IPU APYrUX cOaTaHCUPOBAHHBIX
TpaHCIOKALMSIX, HE UMEIOT KIMHUYECKUX IPOSIBICHUI,
OJHAKO /IS HUX XapaKTePHbI PENPOAYKTUBHbIE HAPYIIIE-
Hus: GecIuiofre, HeBbIHAIIIMBAHMUE, POXAEHME AeTei C
BPOXIEHHBIMU ITOPOKaMU pa3BuTusi. Hanuuue cBepx-
YU CJIEHHOM XPOMOCOMbI — €MHCTBEHHAsT (hopMa muchaiaH-
ca, HAOJIIONAIOILASICS Y XKUBOPOXIECHHBIX AETEM MPU JaHHOM
niepectpoiike. B 1980-¢ rombi 6pI10 HAKOILICHO 3HAYUTETBFHOE
KOJIMYECTBO KIIMHUYECKUX HAGITIOAEHMIA, YTO ITO3BOJIJIO BbI-
JEJIATH STOT BUJI COYETAHHOM XPOMOCOMHOI IATOJIOTUH, UMe-
IOLLEl XapaKTepHbIe KITMHUYECKIE TIPOSIBICHMSI, B KAYeCTBE
KJIMHUYECKU PACIIO3HABAEMOIr0 CUHAPOMA.

OnuncaHune caiyyvyan

I1poGaHn - geBoYKa OT MepBOii OEpeMEHHOCTH XEH-
IIMHEL 38 JIeT, cTpamaloliell BApUKO3HOM 00J1e3HbI0. be-
PEMEHHOCTD MpoTeKaja ¢ yrpo30ii mpepblBaHus B | Tpu-
mectpe. I1pu IpoBeneHNN MpeHATAIBHOM JUATHOCTUKU
BO BTOPOM TPUMeCTpe OBLT BBISIBJICH BPOXIECHHBIN TTOPOK
cepaia. Pomer B cpok, orepaTuBHBIE. Macca IIpu pox-
mennn — 2873 r, mmmHa — 49 cM, OKPY>KHOCTh TOJIOBBI —
34 cMm, rpyau — 32 cM. OLeHKa 110 1kase Amrap — 6/8 6aj-
JIOB, TIPOBEIeHA KPaTKOBPEMEHHAsT NICKYCCTBEHHAsI BEHTH -
JIAIUS JIETKUX depe3 TUieByI0 MacKy. CocTossHre pebeHKa
TTOCIe POXKICHUYSI OBIIO TSDKEIBIM 3a CUET IbIXaTeIbHOM He-
MOCTaTOYHOCTH M TUTTOKCUIECKOTO ITOPaXKeHUS IIEHTPaIb-
HOIi HepBHOU cucTembl. C poXneHus He ObIJI0 CaMOCTOSI-
TEJBLHOTO CTYJIa, IIPOBOIIIINCEH BRICOKHE OUYMCTUTEIIBHBIC
Ku3Mbl. B Bo3pacte 28 cyTOK IpoOBeIeHO OIepaTUBHOE
JICUeHNWE KHUIITEYHON HeIIPOXOAMMOCTHU: Ha paCCTOSHUU
10 cM OT MIIeoIIeKaAIBHOTO yTjia chopMHUpoOBaHa IeTiIe-
Basi MJICOCTOMA.

IIpu sxokaparorpaduu Ha IIepBOit HelleIe XKU3HU ObI-
Jia yTouHeHa opMa BPOXICHHOTO ITOPOKA Cepama, BbI-
SIBIICHHOTO B XOJI¢ TIPeHATATbHON TUAarHOCTUKU: Oe(PEeKT
MEXCKETYTOYKOBOM TTEPErOpoaKu, neheKT MEXKIIpencep-
HOM TEPEeropoaKu, OTKPBHITHIN apTepralbHbII ITPOTOK.

ITpu ynsrpa3zBykoBoM uccienoBanuu (Y3U) mosra B 1 Mec
1 4 MHS BBISIBJIEHBI IPU3HAKU MTOCTTMIIOKCUYECKUX U3MeE-
HEeHUM, paciIMpeHne 60KOBBIX XeTyTOUYKOB.

VY3 noyek CTpyKTYpHBIX U3MEHEHUI HE BBISIBUIIO.
ITpu ocMoTpe odraabMosiora OblIa IMATHOCTUPOBAHA aH-
TUOTaTHS CeTYaTKH.

B Bo3pacte 13 cyToK peGeHOK ObLT OCMOTPEH FeHeTH -
KOM, OTMEUEHBI CJIeMyIoIe MUKPOAaHOMAJIMM Pa3BUTHS:
IIJIOCKOE JIMII0, TPYOOBaThIe YEPTHI JTUIIA, TUCTIIIACTUYHbBIE
VIIIHbIE PAaKOBUHBI, IIpeaypUKYIsIpHbIE BEIPDOCTHI CJIEBa,
yIUIMHEHHBIE CTOIIBI ¢ BEICTyNalomiei nsatkoii. Hadmoma-
Jlach MBIIIIEYHAsI AMCTOHUS C TEHACHIIEN K TUTIEPTOHYCY.

LluToreHeTnyeckoe McciaeaoBaHue, MPOBEACHHOE 10
CTaHIAPTHOM METOAMKE, TTOKa3aJI0 HAJTMIue CBEPXUMC-
JIEHHO# MapKepHoii XxpoMocoMbl. [lociie muroreHeTnye-
CKOTO 00cIenoBaHus poauTelielt (KaproTui otia — 46, XY
t(11;22)(q23;q11.2), xkapuoTtun Matepu — 46,XX), Kapuo-
TUI pebeHKa ObLT MHTEPIIpeTUpoBaH Kak 47,XX,+der(22)
t(11;22)(q23;ql1.2)pat. M3006pakeHUsT XxpOMOCOM OTIIa
npobaHja mpencTaBieHbl Ha puc. 1.

CeMbsi ObLIa MPOKOHCY/ILTUPOBaHA BPAYOM-TCHETIKOM.
IIpu cocTaBieHUU POIOCIOBHOM MOTyYeHAa TOTIOTHUTEb-
Hast tHGopMaLus: B IepBOM Opake oTLia Obljla OHa 3aMep-
mast 6epeMeHHOCTb U 2 HeyJauyHble TTOBITKM 9KCTPaKOp-
ITOPAJIBHOTO OTIONOTBOPEHMS. Y CECTPBI OTIIA IPY IIUTOTe-
HETUYECKOM OOCJIEIOBAHUU B CBSI3U C OECIUIOAMEM B Opake
OnbLna BoisiBiieHa t(11;22). Beuto poBeaeHO IMTOreHeTHYe-
CKoe o0cyieoBaHe MaTepu OTLa MpobdaHaa (KapuOTUIT —
46,XX) 1 BTOpOI CECTPHI OTLIA ITPODAHIa, UMEIOILIEN 310PO-
BYIO I0Yb, OKa3aBIeiics HocuTempHumei t(11;22). Ha puc. 2
MpeacTaBeHa pOAOCIOBHAs 3TO CEMbU.

O6c¢cyxpeHne

ITonpobHoe onrcaHre KIMHUYECKUX MTPOSIBJICHUI TpU
cuHAapoMme DMaHyaJb caenaHo M. Fraccaro ¢ coasr. [1] B
EBporneiickoM KoutabopaTUBHOM UCCIeAOBaHUM, 0000-
IIUBIIEM AaHHbIe 0 43 ciaydasx t(11;22). Do onucaHue
ObuT0 cymecTBeHHO gomonaHeHo B 2009 r. M.T. Carter ¢
COaBT. [2], NpeACcTaBUBIIUMU CBEAECHUSI O KIMHUYECKUX
TIPOSIBJIEHMSIX, JICUEHUH, PA3BUTUU U OCOOEHHOCTSIX ITOBE-
IeHus 63 MallMeHTOB ¢ CHHAPOMOM DMaHY3JIb OT ITIepHO-
Jla HOBOPOXKIIEHHOCTH 110 B3POCJIOTO cocTosTHUS. OCOOeH-
HOCTBIO 3TOTO MCCJIEOBaHUSI OBUIO TO, YTO MaTepUaioM
JUTSI aHAJIA3a TIOCITYXKUJIa He METUIIMHCKAsT TOKYMEHTAITHS,
a nHdopMaIysl, IoIydyeHHas IyTeM aHKETUPOBaHUSI PO-
JUTeNeil OObHBIX JeTel, Y4aCTHUKOB TPYIITHI OIS PXKKU
«Chromosome 22 Central». [TogoOHBII MOIXO TTO3BOJIAIT
TPEOI0JIETh HEMOCTATOK OOJIBITMHCTBA OIMMMCAHUI XPOMO-
COMHBIX 3200JIeBaHU1, KOTOPBIE TMATHOCTUPYIOT OOBIYHO
Ha TIepBOM TOJIy XKM3HU peOeHKa, B CBSA3U ¢ YeM HabJIoie-
HUS TTAIIMEHTOB CTapIIero BO3pacTa OYeHb OTpaHUYEHBI.
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XapaKTepHBIMU JJIsT 3a00JIeBaHUS SIBJISTIOTCSI aHOMa-
Jun hOPMBI, pa3Mepa 1 pacItoJIOKEHMS YIITHBIX PAKOBHH,
HaJIMYMe TIpeaypuKyJISIpPHBIX IMOK U BBHIPOCTOB, a TAKXKe
MMKpOTHaTHsl. Jpyrue quieBbie aHOMaJIMu JOBOJILHO Ba-
pUabeTbHBI: OMMMCAHbl KAaK MOHTOJIOMIHBINA, TaK M aHTH-
MOHTOJIOWAHBIA pa3pe3 a3, IyooKo MocakeHHbIE I1a3a,
AMMKAHT, HaBHCAlOIIMe BEKU, MTO3, BEICTYHAIONINIA JI00,
IIMpOKas TIePeHOCHIIa, TUIOCKUI HOC C KOPOTKOM MEPEro-
POIKOM, BBICTYIAIOIIAsI BEPXHsIS ry0a, IIMHHBIN BBICTY-
maomi GWIbTp. B HEKOTOPHIX cydasix ObUIM OIMCAHbI
rpyOble YepThl Julia U KBaapaTHoe juiio. M3o0paxkeHust

Puc. 1. N306pakeHuns xpomocom 11 1 22 oTua npobaHaa, Ha naeorpam-
MaxX OTMeYeHbl TOYKUN Pa3pbliBOB.

Puc. 2. PogocnoBHasa cemby npobanza.

MalMeHTOB PaHHETo BO3pacTa C CMHAPOMOM DMaHYy3JIb
MpeacTaBAeHbI Ha pUc. 3.

BoJbIIMHCTBO MAIIMEHTOB POAMIINCH C HOPMAaJTbHBIM
BECOM M pocTOM. B paHHEeM HeoHaTaJIbHOM IeprojIe Ha-
OJIIoIaICh MBIIIIEYHAsT TUTTOTOHUS, HapyIIeHHST coca-
HUSI, HEOOXOIMMOCTb B OKCUTEHHOM TepaItiy U KeJITyXa,
a TakXe CyI0poru U MHGeKIuu. s 60JbHBIX XapaKTep-
HBI TUTOXas prbaBKa B BECe M OTCTaBaHUE B BECE U POCTE:
y 50% poct n'y 73% Bec OBUTM HITKE 3 LIEHTUJICH. XapaK-
TEPHBIM SIBJIIETCS TAKKE CHIDKEHME UMMYHUTETA, TTPOSIB-
JISTIoNIeecs MTOBTOPHBIMU MH(MEKIIUSIMU, B OCOOEHHOCTH
cpeaHero yxa (y 96%), MTHEBMOHMSIMU, CUHYCUTAMU, UH-
(bexmsiM MOYEBBIBOASAIIEH CUCTEMBI, KAHIUI030M PO-
TOBOM ITOJIOCTH.

Cpenu TTOPOKOB pa3BUTHS HanboJee YaCThIMU SIBJISI-
IOTCSl BpOXKIAEHHbBIE MOPOKU cepata (aeheKT MeXITpe-
CEPIHOI TIeperoponKu, AeeKT MeXKeTyTIOuKOBOM TTepe-
TOPOAKU M OTKPHITHIN apTepuaIbHBIN TIPOTOK) (v 57%) n
pacmienHa HEGa (v 54%). b oTMedeHBI TakKe Herep-
(boprpoBaHHBIIT aHYyC, TTax0Bast TpblkKa, He3aBEPIIICHHBII
IOBOPOT KUIIIEYHWKA, aHOMAJIMU TTOYEK, B TOM YHUCIIe, Ma-
JIEHBbKME TTOYKU ¥ eMMHCTBEHHAS TTOYKa. Y MaJIbYMKOB Ya-
CTBIMU TIPOSIBJICHUSIMU SIBJISTFOTCSI aHOMAJTUHY TIOJIOBBIX OP-
TraHOB (KpUMNTOPXU3M U MaJIEHbKMI TOJIOBOK WieH). Omnu-
CaHbI TAKXKe CaKpaJIbHbIE SIMKU 1 TuadparMaibHast TpbDKa.
151 GOJIBHBIX XapaKTePHbI aHOMAJIUK 3pEHUST (MUOTIHS,
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CTpabM3M, aCTUTMaTU3M, TITO3, TAIbHO30PKOCTh) M ClTyXa,
a TakKe aHOMaJTUU 3y00B M JKeJTyIOYHO-KHUIIIEYHOTO TpaKTa
(cmoHOTeYeHNe, 3aIIophl, TUTOXas MpubaBKa B Bece, Hapy-
LLIeHUE TJI0TaHMSl, racTpoa3odareabHblii pedumokc). Cpenu
HapyIICHUI OITOPHO-IBUTATEIEHOTO allapata OTMEYEeHbBI
CYOJTIOKCALIMS U TUCIIOKAITNST KPYITHBIX CYyCTaBOB HOT, CKO-
JI103, K03, KOHTPAKTYPhl CYCTaBOB U KpuBoIies. Omu-
caHbl aHOMaJINM TOJIOBHOTO MO3ra; MUKpoIledaIus, aTpo-
wust, BeHTpUKYITOMeTanusi, Tunpoledaius, OTCYTCTBUE WU
aHOMAaJIMM MO3OJICTOrO Tena, aHoManuu JleHnu-Yokepa,
0eJtolt cyOCTaHIIMKY U MTPO3PavyHOI MeperopoaKu.

OTtcraBaHMe B IICHXOMOTOPHOM Pa3BUTHUU XapaKTEPHO
JUTST BCeX OOJTbHBIX C CHHAPOMOM DMaHy3J1b. BoIbITMHCTBO
manueHToB (6ojee 70%) MOTYT HAYIUTHCSI XOIUTh C TMOJ-
JEPXKO (B cpeHeM B 5 J1eT) U caMocTosATebHO (27%).
Pa3BuTtue peuyn 1 cHOCOOHOCTh K CaMOOOCTYKMBaHUIO Ha-
PYILIEHBI B TSLKEJIOM cTerieHu: 77% IMaimeHTOB He TOBO-
pWJIU, T€, KTO TOBOPWJI, TIEPBbIE CJIOBA IIPOU3HECIIH TTOCIIe
3 meT, 20% WMCITOIB30BaJIA XOTsI ObI OTHO CJIOBO JUTS O0IIe-
Hus. JIBa maiMeHTa MOTJIM IIPOM3HOCUTh KOPOTKUE (Dpa3bl.
XOTs1 OOJTBIIMHCTBO AeTel He TOBOPUIIN, POIUTEIN OTME-
YaJiv, 4YTO JeTU TIOHUMAIOT Peub B OOJIbIIIEH CTeTIeH!, YeM
CITOCOOHBI €€ MCITOJIb30BaTh ISl OOIIIEHUSI.

MoTtopHOe pa3BUTHE TOXEe ObLIO HApyIIIEHO B 3HAYM-
TeTbHOM cTenieHn: 84% OONBHBIX HE MOTJIN OJIEThCSI CAMO-
CTOSATEIBHO, TONBKO 5% MOIJIM 3aCTETMBATh MOJHUIO, 63%
HYXIQJIMCh B TIOMOIIIU TTPH efie, 32% B COOTBETCTBYIOIIEM
BO3pacTe MOTJIH TOJIb30BaThCs JTOXKKOU M BUJIKOU. XOpo-
MU HaBBIKaMH T0JIb30BaHUS TyaJleToM obraganu 36%
Jereit crapiie 5 jer, 43% coBceM He MMETN 3TUX HABBIKOB.
HapymmeHust moBeaeHust BCTpevaanuch He yacTo. buuim oT-
MeUYeHBI OECITOKOMCTBO, KPUK, CAMOITOBPEXIEHNE, CHU-
KeHUE TaKTUJIbHOM 4yBCTBUTEIBHOCTU. B mprMevyaHmsix K
aHKeTaM MHOTHE POIUTEIM OTMEYAJIH, YTO UX AETU CUACT-
JIUBBI ¥ XOPOIIIO COLMATM3UPOBAHBI, JTIOOST MY3bIKY U TIpe-
OBbIBaHUE CPEIM JIIOMICH, a TAKXKE UMEIOT YyBCTBO IOMOpa.

M3yyeHuto mpu4uH 60IbII0M pacIpOCTPaHEHHOCTHU B
TMOMYJISIIMU PEKYPPEHTHON TPaHCIOKAIIUKM MEXKIY XPOMO-
coMamu 11 1 22 1 ee reHeTUYECKUX XapaKTEPUCTUK ObLIN
TOCBSILEHBI CIIelIMaTbHbIE HAyYHbIe UcciiefoBaHus. bia-
romapsi OTHOCUTEJIbHO BbICOKO# yacTote, t(11;22) okasa-
Jlach XOpOIlleil MOMEbIO UIS1 U3YyYeHUS] MEXaHU3MOB Te-
HOMHBIX ITepeCcTPOeK.

IIpu4MHBI OTHOCUTEJBHO BBICOKOW YacCTOTHI
t(11;22) 6bu1n ipeameTom uccienoanust H. Kurahashi u
B.S. Emanuel [3]. ABTOpHI HcCliea0BaIu CIiepMy YeThIpeX
3II0POBBIX MY>KYMH (BOJIOHTEPOB) C 11€JIbI0 YCTAHOBUTH Ha-
qunuue t(11;22) B rameTax. Beljio mokasaHo, 4To B CliepMe
BCceX 00CJemoBaHHBIX BCTpedaeTcs TpaHcaokamus. [1pu
3TOM IepecTpoiika He BCTpevaiach B KyabType JuMdo-
LUTOB U (prbpobaacToB. bbl caeaaH BHIBOJ O crielupu-
YeCKOM MEMOTUYECKOM MPOUCXOXIEHUN TPAHCIOKAIIUU B
cnepMmaroreHese. T. Ohye ¢ coaBrT. [4] onpeaeasyiv poau-
TeJbckoe nmpoucxoxaenue t(11;22) B 8 ciryyasx, BOBHUK-
uX de novo. Bee ciiydan UMeJTd OTIIOBCKOE MPOMCXOXK/Ie-
HUeE, YTO MO3BOJIUJIO aBTOPaM, HECMOTPSI Ha OTCYTCTBHE
JIaHHbIX 0 yactoTe t(11;22) B oolmTax, MpeanoaaraTh uc-
KJTIOUMTEIBHYIO POJIb MY>KCKOI'O TaMeToreHe3a B BOZHUK-
HOBEHUY TAHHOW MEPECTPOMKH.

Touku pa3pbeiBoB npu t(11;22) noKaaM30BaHBI B
paiioHax HU3KOKOTUIHBIX AT-00oraleHHbIX MOBTO-
POB — «TOpPSIYMX TOYKAX» XPOMOCOMHBIX IEePECTPO-
ek. IIpy 3ToM pa3pbIBbl MPOUCXOAAT B Y3KOM IpPOMeE-
XYTKe, SIBJISIOIEMCS LEHTPOM MNaJUHAPOMHBIX IO-
BTOopoB B 11923 u 22qll1.2 (PATRRI11 u PATRR22).
HMccnemosanue T. Kato ¢ coaBT. [5] ObLJIO NOCBSIIEHO
W3Y4YEHHUIO BapuadeIbHOCTH MaJUHAPOMHBIX TOBTOPOB
xpoMocombl 11. Hanbonee yactslii (81,7%) BapuaHT L-
PATRR11 umeer pazmep 442-450 n.H., 6onee penkue
BapuaHThl (S-PATRR11) numeoT MeHbIIMEe pa3Mephl 3a
CUeT AeJielliil, pacMoJOXEHHBIX B LIEHTPE NaJUHIPOM-
HOM mocieqoBaTeJbHOCTU WJIM aCUMMETPUYHO. bblia

Puc. 3. JlnueBble aHoManuu y feten ¢ cuHapoMom ImaHyanb (no M.T. Carter c coast., 2009).
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MpoBedeHa OlleHKa YacTOThl BcTpeyaemMocTu t(11;22)
B CIIepMe 3I0POBBIX MYXKUYUH C Pa3IMYHBIMU T€HOTUIIA-
mu. [1pu reHoTUNE, TOMO3UTOTHOM WJIW IE€TEPO3UTOT-
HoM no L-PATRRI11, t(11;22) BcTpeyanacek ¢ 4acTOTOM
1,52 x 10°u 1,57 x 104, omHaKo B CIIEpME MYX4HMH, I'O-
mo3uroTHeix o S-PATRR11, nepectpoiika He Obl1a 00-
HapyXeHa. DTU TaHHbIE MOATBEPKIAIOT BKJIAJ T€HOM-
HBIX BADMAHTOB B YaCTOTY PEKYPPEHTHBIX XPOMOCOMHBIX
nepectpoek. M. Tong ¢ coaBrt. [6] moka3aiu, 4TO, B OT-
quune oT PATRRI11, PATRR22 He paznuyarmoTcs cyle-
CTBEHHO 10 JUIMHE U CUMMETpUYHOCTU. OTHAKO MOJU-
MophU3M XapaKTepeH s aljiesieii HU3KOKOMUMHBIX TT0-
BTOPOB, (brankupywomux PATRR22. beiio nokasaHo,
YTO B peIKUX clydasx pa3pbiBbl npu t(11;22) nmpoucxo-
a1 He B penenax PATRR22, a B npenenax dbiaHkupy-
IOIIMX €r0 KBa3UMaJIUHIAPOMHBIX TTOCTIEN0BATEIbHOCTEM,
MpUYeM UX JJIMHA 1 CHMMETPUYHOCTb OKa3bIBAIOT BIIU -
sSIHM€ Ha 4acTOTY TPaHCJIOKAallMU: OHA HUXE Mpu 0oJjiee
KOPOTKUX U aCUMMETPUYHBIX BapUaHTax.

T. Kato ¢ coaBrt. [7] npeanoJoXuin, 4To MEXaHU3M
obpazoBaHus t(11;22) oTauyaercs: OT HeasIeJbHOU’ ro-
mojornyHolt pekomouHauuu (HAHR), Tak kak paiioHbI
pa3pbiBoB11q23 u 22q11.2 He SABASIIOTCSI TOMOJOTMYHBIMU,
CXOJZICTBO MEXXITy HUIMU OTPaHUYMBAETCS 000TalllEHHOCThIO
AT-noBTOpamMu. ABTOPHI BbICKA3aJIu MPeAToIoXeHe, YTO
MMaJIMHAPOMHbBIE TIOBTOPBI MOTYT TPUBOIUTD K BHYTPMHU -
TeBOMY CIIapMBAHUIO OCHOBAHU, B pe3yJbTaTe KOTOPOTO
(bopMupyIOTCS OMHOHUTEBBIC W IBYHUTEBBIE BTOPUYHBIC
CTPYKTYPHI B SIpe, KOTOPbIe MHAYIIUPYIOT TEHOMHYIO He-
CTaOUJIBHOCTh, MPUBOISIIYIO K PEKYPPEHTHBIM TPaHCIIO-
KanusiM. OOHapyXeHUe CXOMHbBIX MTaJTWMHIPOMHBIX ITOCTIe-
JIOBaTeJIbHOCTE! B TOUYKAX Pa3pbIBOB MPU TPaHCIOKAIIM-
s1x B Apyrux xpomocomax (17qll, 4q35.1, 1p21.2 u 8q24.1)
no3somwio H. Kurahashi ¢ coasr. [8] paccmaTpuBaTh n1aH-
HBI MEXaHWU3M KaK OJWH U3 YHUBEPCAIbHBIX CITOCOOOB
00pa3oBaHUs OOJBIINX MEPECTPOEK XPOMOCOM B T'€HO-
Me€ JesioBeKa.

R. Zenagui ¢ coaBT. [9] npeanpuHsIN UCCIen0-
BaHUE C LEeJbIO BBISICHUTD, TToueMy Tipu t(11;22) Hecba-
JJaHCUpOBaHHbIE (POPMBI KapUOTHUIIA SBISIOTCS UCKIIIO-
YUTEJBHO ClIeACcTBUEM cerperanuu 3:1. /st aToro 6uL10
MPOBEJCHO PETPOCIIEKTUBHOE UCCIIEIOBAaHNE PE3YIbTaTOB
24 MpeuMIIaHTallMOHHBIX TEHETUYECKUX TECTUPOBAHUI
C LIEJIbIO BBISIBJICHUS CTPYKTYPHBIX MEPECTPOEK XPOMO-
coM. b1 uccienoBaH Matepuan OT 7 MyXXUUH U 5 KeH-
IIWH, 9BASoIuxcs Hocuteasamu t(11;22), HanmpaBieH-
HBIX Ha UCCJIEIOBaHNE B CBSI3U C HEBbIHALIMBAHKUEM, TIEP-
BUYHBIM MYXXCKMM O€CIUIOareM WIM POXIESHUEM ACTeH C
MopoKaMu pa3BuTUs. BceM My XUMHaM-HOCUTESAM ObLIT
nposeneH FISH-aHanu3 ciepmel ¢ 11e/1b10 MoucKa Hecha-
JJAaHCUPOBAHHBIX TaMeT. bbl1o Moka3aHo, 4To HecbaslaH-
CUPOBaHHbIE SMOPUOHBI C TUCOATAHCOM, XapaKTepPHbIM

JUTST TIATOJIOTMYECKOM cerperaiiuu 2:2, BCTpeyaanuch Kak
Yy MY>KUMH, TaK U Y KEHIIUH HOCUTEJIEi ¢ YacToToM 68,4
u 50,0% cootBeTcTBeHHO. [1pn 5TOM HecGaTaHCUPOBaH-
Hble OMOpUOHLI, uMelolue der(22), cocraunu 5,3%. Otn
JaHHBIE TTOKA3bIBAIOT, HACKOJBKO 3HAYUTEIbHO TTOCT3M -
TOTUYECKasl CEeKIIMS MOXET UBMEHSITh Pe3yJIbTaThl Meii-
OTUYECKOU cerperaiuu.

Bosbiioe yrcio HabIOAEHUI TO3BOJISIET ONIPEICIUTh
SMITMPUYECKUI PUCK POXIEHUs pebeHKa ¢ HecObalaH-
CUPOBaHHBIM KapMOTHUIIOM B ceMbsix ¢ t(11;22). OH co-
crasyset no S. Stengel-Rutkowski ¢ coarr. [10] 3,7% mist
sxxeHIH 1 <0,7% 11 My>kunH. HeckobKo mHbIe -
pbl npuBoaAaT L. Iselius ¢ coaBt. [11]: 2,1% nis keHIIWH
u 1,8% g myxxanH. Ecitim cyMMUpoBaTh 3Ty 4acTOTY C
YaCTOTOM MEPTBOPOXKIEHHBIX C [TOPOKAMU Pa3BUTHSI, BE-
POSITHOCTh COCTaBUT JIJISI MYy>KUWH U XXeHIWH 5,7% u 5%
cooTBeTCcTBeHHO. Zakai 1 Emanuel [12] coob1iatoT o BbI-
COKOM pHCKEe HacJieoBaHUsI cOalaHCUPOBAHHOM Tepe-
ctpoiiku: 70% BMeCTO TeOpPEeTHUYECKH OXKumaeMbix 50%.

3akniouyeHmne

B ominyue ot apyrux ¢hbopM couyeTaHHON XpOMOCOM-
HO MaTOJOTUM, MPENCTABICHHONK eMMHUYHBIMU HaOIIO0-
JEHUSIMM, COUETaHHAsi XPOMOCOMHO MaTOJIOTUS, CBS3aH-
Hasl ¢ HAUIMYKEM CBEPXYMCIEHHON MapKepHO XpOMOCOMBI
der(22)t(11;22)(q23;q11.2), TakKe KaK U cOalaHCUPOBaH -
Has TpaHcjokanus t(11;22), peryasipHo HaGI0Jal0TCs B
nonyasauuu. C 3Toil matonorueii B CBOei MpakTUKe HEO -
HOKpPaTHO BCTPEYAlOTCs KaK Bpaul-TeHeTUKHU, TaK U IIUTO-
reHeTuku. OnHako ocodbeHHocTu t(11;22) HegoCcTaTOYHO
M3BECTHBHI CIIELIMATIMCTaM, €€ ONKMCaHue OTCYTCTBYET B pycC-
CKOSI3bIYHBIX CIIPAaBOYHUKAX U pyKoBoacTBax. Ha mpume-
pe MPeCTaBICHHON ceMbY BUIHBI XapaKTepHbIE OCOOEH-
HOCTU JaHHOU MaTojoruu. PeOeHOK MMen TUITMYHYIO IS
paHHero Bo3pacTa KapTUHY CUHAPOMa DMaHy3J1b C HaJlu-
YreM BPOXIEHHOIO MOopoKa cepllia, aHOMaJIUi yIen u
MUKpoaHOMaIuii pa3Butrsi. HEoOBIYHBIM CUMIITOMOM OBbI-
Jla BbICOKAsI KUIIIEYHAasl HEIIPOXOAMMOCTb, TOTpeOdoBaBIIast
oIepaTMBHOIO BMelIaTeabcTBa. LluToreHeTnueckas nua-
THOCTMKA MaTOJOTUM HEe TIPeNCTaBUIa 3aTPYIHEHWIA B CBSI-
31 C HAJTMYMEM CBEPXUYUCICHHONW MapKepHOI XPOMOCOMBI.
PonocioBHast ceMbM TaKXe XapaKTepHa: HaTu4yue Oecruio-
JIUS1, BRIKUABILIEN 1 3aMepIlIuX OepeMeHHOCTe, mpeobJia-
JaHue Mepeaadyu coalaHCMPOBaHHOM TpaHcaoKauu. Kak
U B OOJIBIIIMHCTBE CeMell, HOCUTEIbCTBO TPAHCIOKALIUU Y
OJTHOTO U3 poAuUTesieli ObUIO BBISIBIECHO MPU 00CIenoBa-
HUU B CBSI3U C POXKIEHUEM 00JIbHOTO pedbeHKa. OnHaKko B
JNAHHOW ceMbe pOXIeHUs 00IbHOro pebeHKa MOXKHO ObI-
Jio uzbexarb. Heobxonumo BHUMAaTEIbHO OTHOCUTBCS K
ocobeHHocTsIM t(11;22) 1 yYUTHIBaTh MX TPU MEAUKO-Te-
HETUYECKOM KOHCYJIbTUPOBAHUU.
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